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OUTLINE OF PRESENTATION 

ÅBrief review of initial summary and recommendation by 
ACHDNC at previous meeting  

 

ÅIntroduction and summary of new information  
 

ÅAnalysis of the Nomination and Prioritization WÏÒËÇÒÏÕÐȭÓ 
review of this information to determine if that changes the 
previous recommendation  



REVIEW OF INITIAL 
SUMMARY 



NOMINATION OF GAMT DEFICIENCY 

ÅNOMINATOR  

ÅNicola Longo, MD, PhD (University of Utah) 

 

ÅCo-Sponsoring Organizations  

ÅMarzia Pasquali, PhD (University of Utah, ARUP Labs) 

Å(no advocacy group mentioned) 

 

ÅAdvocate Organizations   

ÅAssociation for Creatine Deficiencies (ACD; creatineinfo.org)   



GAMT DEFICIENCY 

ÅPathophysiology: 

ÅCreatine deficiency 

ÅAccumulation of neurotoxic GAA 

ÅTreatment rationale: 

ÅRestore Creatine pool: 

ÅCreatine supplementation in high doses to 
overcome poor uptake by CNS 

Å S-adenosylmethionine Supplementation 

ÅReduce GAA 

ÅOrnithine supplementation 

ÅArginine restriction  

ÅNa-Benzoate to bind/excrete glycine 



GAMT DEFICIENCY 

ÅTreatment Outcomes 

ÅSymptomatic patients improve 

ÅPatients treated early in life have (near) 

normal development 

ÅTreatment interruption may result in 

irreversible damage       

      (El-Gharbawy AH et al. Mol Genet Metab. 2013; 109: 215ɀ7) 

From: Stockler-Ipsiroglu S et al. Mol Genet Metab. 2014; 111:16�t25 


